J. Inher. Metab. Dis. 15 (1992) 945—948 


Author Index to Volume 15 


| © SSIEM and Kluwer Academic Publishers. Printed in the Netherlands 


Abeling, N.G.G.M. 413 

De Abreu, R. 419 

Adams, G. 899 

Adler, C. 405 

Aizin, A. 381, 774 

Akaboshi, I. 827 

Akatsuka, A. 821 

Allen, J. T. 282 

Andresen, J. 687 

Annella, T. 17 

Applegarth, D. A. 713 

Arenas, M. 881 

Asuncion Ortiz de Apodaca, M. 
213 

Attard-Montalto, S. 929 

Attree,O. 526 

August, C.S. 919 

Aviram, M. 774 


Bachmann, C. 395, 578 

Baerlocher, K. E.. 327 

Bailey, L.C. 526 

Bakkeren, J. A. J. M. 84, 303 

Balbul, A. 198 

Ban, K. 809 

Bannwart, C. 863 

Bardet, J. 154, 448 

Bartlett, K. 727 

Baumgartner, R. 863 

Bayever, E. 919 

Beck, M. 181 

Beemer, F. A. 377 

Behbehani, A. 136 

Benders, A. A.G. M. 423 

Bennett, M. J. 220 

Berant, M. 381, 774 

Berger, R. 377 

Van den Bergh, F. 416 

van den Bergh, F. A. J. T. M. 
897 

Van den Berghe, G. 416 

Bergin, A. 645 

Bernardini, I. 188 

Berry, R. R. 25 

Biarent, D. 323 

Blaskovics, M. 409 

Blau, N. 402, 405, 409 

Blom, H. J. 188, 419 

Blom, W. 347 


Boers, G. H. J. 419 
van Bogaert, P. 790 
Bonnefont, J.-P. 448, 785 
Boonman, A. M.C. 347 
Bordugo, A. 395, 707 
Borel, J. 645 

Boronat, M. 278 
Bou-Gharios, G. 899 
Bouton, J.-M. 323 
Brendel, S. U. 738 
Bridge, P. J. 68 
Briones, P. 367 
Brook, J.G. 774 
Brown, G. K. 625, 835 
Brown, I. A. R. 315 
Brown, M.D. 472 
Brown, R. M. 835 
Brul, S. 385 

Buncic, J. R. 943 
Bundey, S. 315 
Burlina, A. 707 
Burlina, A. B. 395 
Busch, H. F. M. 331 
Bushby, K. M.D. 551 


Calabuig, C. 881 
Camargo, M. M. 252 
Campistol, J. 367 

del Canho, H. 897 
Cantani, A. 861 

de Caprariis, D. 17 
Cardoso, E. 92 
Carpenter, K. 883 
Caruso, R.C. 25 
Casaer, P. 416 
Casirola, D. 231 
Ceballos, I. 790 
Cerundolo, R. 17 

de Cespedes,C. 145 
Chapman, S. 931 
Charpentier, C. 448 
Chemke, J. 204 
Chen, Y.-T. 869 
Chitayat, D. 121, 198, 204 
Choo, K. H. 112 
Chretien, D. 448 
Christensen, E. 367 
Christensen, H. N. 145 
Chudley, A. E. 733 


945 


Clayton, D. A. 439 
Clayton, P. T. 38, 857 
Clow, C. L. 121, 198 
Coleman, R. A. 869 
Colombo, J. P. 395 
Conard, K. 919 
Constantopoulos, G. 25 
Cormier, V. 448 
Coskun, T. 281 
Costello, C. E. 57 
Craft, D. A. 105 
Cruysberg, J.R.M. 374 
Curtis, E. 315 

Curtuis, H.-Ch. 405, 409 


D’Eufemia, P. 861 
Dahl, H.-H. M. 835 
Daniele, A. 17 
Danks, D. M. 835 
Danoff, J. 25 
Darling, G. 769 
Davidson, A. J. 188 
Davies, K. E. 532 
Dawson, G. 899 
Demaugre, F. 785 
Desguerre, I. 790 
van Diggelen, O. P. 347 
Dilling, L. A. 733, 933 
Dimauro, S. 323 
Dionisi-Vici, C. 707 
Donckerwolcke, R. A. M. G. 
377 
Dorland, L. 377 
Driedijk, P. C. 413 
Dunaway, G. A. 747 
Duran, M. 377, 897 
Dutra, J.C. 92 


Elmer, C. 323 

Elzinga, A. 413 

Endo, F. 181, 827 

Endo, H. 797 

Endres, W. 402 

Van Engelen, B. G. M. 374 
Engelen, D. P.E. 419 
Espeel, M. 377 

Evans, N. 929 


Feldges, A. 327 


| 


946 
Fell, G. S. 161 
Feller, N. 84 


Ferguson-Smith, M. A. 518 
Fernadez, E. 213 
Ferrari, V. 395, 707 
Ferreira, P. 919 
Fielder, A. R. 315 
Finkelstein, J.D. 188 
Finocchiaro, R. 861 
Fontaine, M. 942 

de la Fuente, G. 213 
Fukao, T. 815 
Fukushima, H. 311 


Gaffney, D. 161 

Gage, D. A. 57 

Gahl, W. A. 188 

Gal, A. 181 

Gane, P. 289 

Garcia, M. J. 371 
Gashkoff, P. 392 
Geiger, R. 158 

van Gennip, A.H. 413 
Gershony, R. 381 
Ghisla, S. 405 
Giardini, O. 861 
Gibson, K. M. 204, 363, 738 
Giudici, T. 402, 409 
Goodman, S. I. 188 
Goossens, D. 289 
Goto, A. 696 

Goto, R. 696 
Graham, G. E. 68 

de Grauw, A. J.C. 279 
Gravino, A. E. 17 
Gray, R.G. F. 931 
Green, A. 931 

Gruber, W. 47 

Giinay, M. 281 
Giittler, F. 687 


Hale, D. E. 171, 220, 278, 
785 
Hall, C. L. 347 
Hambidge, K. M. 261 
Hammans, S. R. 480 
Hamosh, A. 285 
Hanamizu, H. 797 
Hani, V. 198 
Hansen, L. L. 835 
Harding, A. E. 480 
Harkness, R. A. 287 
Harvey, J. W. 747 
Hasegawa, T. 720 
Hashimoto, T. 815 
Haworth, J.C. 733, 933 
Hayasaka, K. 696 
Heidenreich, R. 181 
Van Heijst, A. F. J. 374 
Heikoop, J. 389 


Heizmann, C. W. 402, 405 
Hemmli, S. 381 
Henriksen, O. 687 
Hernandez, C. 371 
Hirst, M.C. 532 
Hjelm, M. 431 
Hoffmann, G. F. 738 
Holton, J. B. 282 
Holzknecht, R. A. 269 
Hommes, F. A. 243 
Hood, I. 220 

Hooper, M. L. 665 
Hopkinson, D. A. 426 
Hopwood, J.J. 181 
Hoque, M.N. 935 
Horinouchi, K. 821 
Horiuchi, M. 792 
Horslen, S. P. 38 
Howells, D. W. 891 
Hfebicek, M. 320 
Huffman, P.S. 899 
Hugh-Jones, K. 911 
Huijmans, J.G. M. 347 
Huq, A.H.M.M. 848 
Hutter, O. F. 565 
Hyanek, J. 320 
Hyland, K. 891 


Ichihashi, K. 803 
Ichiki, T. 809 
IJlst, L. 356 
Inagaki, H. 809 
Indo, Y. 181, 827 
Inoue, F. 353, 399 


Inui, K. 311 
Ishida, A. 696 
Ito, M. 848 


Jackson, S. 727 

Jaeken, J. 416 

Jakobs, B. S. 634 

Jakobs, C. 75, 279, 377, 942 
Janssen, A. J. M. 303 
Janssen-Zijlstra, F.S. M. 374 
Jehenson, Ph. 723 

Jiménez, A. 371 

Johnson, A. W. 287 
Johnson, P. H. 426 
Johnson, R. B. 935 

Jones, M. Z. 57, 899 
Joosten, E.M.G. 423 


Kagawa, Y. 803 
Kaiser-Kupfer, M. I. 25 
Kamani, N. 919 
Kamoun, P. 154, 790 


Kaul, R. 392 
Keir, G. 857 
Kelley, R. 1. 97 


Kelly, D. P. 171 


Author Index to Volume 15 


Kelson, T. L. 105 

Kierat, L. 402, 409 

Kihara, A. 157 

Kinnon, C. 674 

Kinugasa, A. 353, 399 

Kirkman Jr, H. N. 4, 940 

Kitagawa, T. 821 

van de Klei-van Moorsel, J. 
75 

Kleijer, W. J. 347 

de Klerk, J. B.C. 347 

Knight, S.M. 532 

Kobayashi, K. 792 

Kobayashi, M. 809 

Kobayashi, Y. 803 

Kodama, H. 157 

Kodo, N. 353, 399 

Kozich, V. 320 

Krajewska-Walasek, M. 335 

Krivit, W. 645 

Kronick, J. B. 204 

Kumar Pejaver, R. 937 

Kunieda, T. 821 

Kuroda, Y. 809, 848 


Labrune, Ph. 723 
Laforenza, U. 231 
Lageron, A. 289 
Lageweg, W. 634 
Langenbeck, U. 136 
Largilliére,C. 942 
Lawson, A.M. 38 
Lee, C. F. 363 
Lemaitre, J. F. 942 
Levinsky, R. 674 
Levy, H.L. 713 
Lillicrap, D. P. 68 
Lott, M. T. 472 
Lou, H.C. 687 
Lowler, K. 145 
Luder, A. S. 188 
Luyt-Houwen, I. E.M. 331, 
347 
Lynes,G. W. 287 


Machin, G. A. 919 
McCoy, E. 291 
McDonald, H. D. 25 
McGill, J. J. 204 
MacLeod, P. M. 68 
McQuillan, C. 112 
Malcolm, S. 514 
Mallee, J. 181 
Mallory, C. J. 733 
Malone, M. 38 
Mamer, O. A. 121, 198, 204 
Mandel, H. 381, 774 
Manning, N. J. 883 
Marti, M. 278 
Martin, J.J. 188 


‘i 


Author Index to Volume 15 


Martino, F. 861 
Matalon, R. 392 
Mathias, P. 769 
Matsuda, I. 181, 827 
Matsuo, N. 720 
Matsuo, S. 399 
Matsuura, F. 57 
Mauer, S. M. 269 
Maurer, H. 158 
Maziére, J.C. 289 

de Meirleir, L. 323 
Meiron, D. 774 
Melton, D. W. 665 
Mench-Hoinowski, A. 136 
Merette, C. 645 
Merinero, B. 371, 696 
Mhaskar, Y. 747 
Michals, K. 392 
Middleton, B. 883 
Mikkelsen, I. 687 
Millington, D. S. 367 
Mitsubuchi, H. 181, 827 
Miyabayashi, S. 797 
Miyawaki, S. 821 
Momoi, M. Y. 803 
Monk, M. 499 

Mori, Y. 157 

Moser, A. B. 645 
Moser, H. W. 645 
Moss, L. 243 

da Motta, E.R. 92 
Mudd, S.H. 188 
Muenzer, J. 25 
Munnich, A. 359, 448 
Murakami, K. 57 
Murr, C. 158 


Nagai, T. 720 
Naito, E. 809, 848 
Nakahori, Y. 532 
Nakajima, T. 353 
Nakamura, R. 797 
Nanao, K. 696 

Di Natale, P. 17 
Naughten, E. 769 
Navarro, C. 278 
Nelson, D. L. 526 
Neufeld, E. F. 25 


New, M. 911 
Nielsen, L. R. 339 
Nihei, K. 803 


Nijenhuis, A. A. 634 
Ninan, T. K. 939 
Nishigaki, T. 311 
Nobukuni, Y. 181, 827 
Noel, St. 323 
Nussbaum, R. L. 526 
Nuttin, C. 448 


O'Donnell, J.G. 161 


O'Neill, K. F. 161 
O’Regan, M. 769 
Odiévre, M. 723 
Ogden, M. L. 171 
Oglecka, M. 335 
Ohta, K. 827 
Ohta, M. 57 
Ohta, S. 803 
Oiknine, J. 774 
Okabe, I. 157, 526 
Okada, S. 311 
Okajima, K. 809 
Okamoto, H. 815 
Okaniwa, M. 157 
Olpin, S. E. 883 
Olsen, B. 687 
Olsen, I. 899 

van Oost, B. A. 307 
Orii, T. 815 
Osumi, T. 815 
Ott, J. 645 
Ozalp, I. 281 


Pace, P. 899 
Palmieri, M. 919 
Park, R. H.R. 161 
Parvy, P. 154, 448 
Paschke, E. 47 

Pate, M. G. 747 
Patrini, C. 231 
Pérez-Cerda, C. 371, 696 
Petrak, B. 320 
Petrova-Benedict, R. 943 
Picciano, M. F. 261 
Piekutowska, D. 335 
Pikus, A. 25 

Poels, P. J. E. 423 
Poggi, V. 231 
Poll-The, B. T. 377 
Pollitt, R. J. 883 
Ponsot, G. 790 
Pope, F.M. 426 
Popowska, E. 335 
Pot-Mees, C. 911 
Poulton, J. 487 
Poulton, K. 315 
Pourfarzam, M. 727 
Pronicka, E. 335 
Przyrembel, H. 347 
Pureur, R. P. 252 


Rabier, D. 154, 448 
Radcliffe, J. 919 
Ragni, M.C. 220 
Rathke, E. J.S. 57 
Reade, T.R. 121 
Rebrin, I. 405 
Renier, W. O. 374 
Ribes, A. 278, 367 
Richards, A. J. 426 


947 


Rindi, G. 231 

Ring, E. 47 

Riudor, E. 278, 367 
Rizzo, W. B. 105 
Robinson, B. H. 943 
Roca, B. 881 


Roche, A. 532 
Rodén, L. 25 
Roels, F. 377 


van Roermund, C. W. T. 634 
Rogers, J.G. 835 
Rosenblatt, B. 204 

Ross, J.D. 347 

Réotig, A. 327, 448 
Rowinska, E. 335 

Roy, C. 289 

Rubin, M. A. 252 
Ruitenbeek, W. 84, 303, 307 
Ruiter, J. P. N. 84, 320 
Russell, G. 939 

Russell, R. I. 161 

Rustin, P. 448 

Rutledge, S.L. 171 


Saheki, T. 792 

Saijo, T. 848 

Sailer, M. 158 

Sakiyama, T. 821 

Sakuragawa, N. 155 

Samsom, J. F. 75 

Sano, T. 809 

Sanz, P. 371 

Sastre, J. 881 

Saudubray, J.-M. 154, 359, 
448, 785 

Sawada, T. 353, 399 

Scharfschwerdt, S. R. 738 

Scheibel, E. 339 

Schmoigl, C. 158 

Scholte, H. R. 331, 347 

Schumacher, H. 389 

Schutgens, R. B. H. 75, 377, 
381, 385, 389, 634, 931 

Schwartz, M. 339 

Schwinger, E. 181 

Scriver,C. R. 121, 198, 204, 
610 

Seakins, J. W. T. 431 

Seargeant, L. E. 733, 933 

Segal, A. W. 683 

Segal, S. 181 

Sengers, R.C. A. 84, 303, 419 

Sevell, A.C. 181 

Shankroff, J. 645 

Shapiro, E. 645 

Sherwood, R. A. 929 

Shimada, T. 792 

Shin, Y. S. 738 

Shoffner, J. M. 472 

Simonsz, H. J. 327 


| 

q 


948 


Smeitink, J. A.M. 377 
Smit, L.M. E. 75 
Smith, I. 891 

Smith, K. D. 645 
Sobajima, H. 809 
Sdvik,O. 359 
Spagnuolo, G. 17 
Speidel, I. M. 738 
Sperl, W. 47, 158 
Stadhouders, A.M. 419 
Stamas, J. N. 97 
Stanley, C. A. 785 
Steenbergen, G.G. H. 423 
Steichen-Gersdorf, E. 158 
Stine, O. C. 645 
Strauss, A. W. 171 
Strobel, S. 891 
Sugiyama, N. 809 
Summar, M. L. 269 
Sunaryo, F. 785 
Suormala, T. 863 
Suzuki, S. 809 
Sweetman, L. 204, 359 
Syrota, A. 723 


Tada, K. 797 

Tada, T. 809 

Tadokoro, M. 821 
Tager, J. M. 385, 389, 634 
Takada, G. 696 

Takeda, E. 848 
Takeuchi, Y. 399 
Tanaka, J. 311 
Tangerman, A. 188 
Taniike, M. 311 

Taylor, R. W. 727 
Telerman-Toppet, N. 323 
Telvi, L. 790 
Tenenhouse, H.S. 610 


TePoele-Pothoff, M. T. W. B. 


419 
Thakker, R. V. 592 
Thoene, J.G. 145 


Thom, H. 939 

Thompson, J. N. 25, 760 

Toft, P. B. 687 

Togari, H. 809 

Tokatli, A. 281 

Tolboom, J.J. M. 374 

Toone, J.R. 713 

Treacy, E. 121 

Trijbels, J. M. F. 84, 188, 
303, 419 

Tsuboi, T. 809 

Tsuchiya, Y. 720 

Tsuda, M. 821 

Tsukamoto, H. 311 

Tuchman, M. 269, 707 

Turnbull, D. M. 727 


Ueshima, Y. 353 
Ugarte, M. 371, 696 


Valente, G. B. 252 
Vamos, E. 323 

van Roermund, C. W. T. 385 
Vassault, A. 448 
Veerkamp, J.H. 423 
Vellodi, A. 911 

Verduin, M.H. M. 347 
Verstegen, J.C. M. 347 
Vincent, M. F. 416 

de Vizia, B. 231 
Vnencak-Jones, C. L. 269 
de Vries, D. D. 307 


Wada, Y. 809 

Wajner, M. 92 

Wakazono, A. 815 

Walker, J.L. 161 

Wallace, D.C. 472, 943 

Walter, J. H. 282 

Wanders, R. J. A. 75, 84, 320, 
356, 377, 381, 385, 389, 634, 
931 

Wang, K. J. 431 


Author Index to Volume 15 


Wang, M. 402 
Wannmacher, C. M.D. 92, 
252 
Wappner, R. S. 363 
Watson, A. H. 937 
Weissert, M. 327 
Wenger, D. A. 919 
Wenner, W. 285 
Wermuth, B. 395, 863 
Wevers, R. A. 374, 423 
Whelan, A. J. 171 
Whitwell, H. 315 
Wieslander, S. 687 
Wiesmann, U. N. 863 
Wijburg, F. A. 84, 320 
Williamson, D. J. 665 
Winchester, B. G. 857 
Winter, H.S. 869 
Wolf, B. 869 
Worton, R.G. 539 


Yamaguchi, S. 696, 815 
Yamanaka, H. 353, 399 
Yamashita, A. 696 
Yanagisawa, M. 803 
Yannicelli, S. 261 
Yokokouji, A. 792 
Yokoyama, S. 291 
Yokoyama, T. 720 
Yoshida, N. 353 
Yoshikawa, H. 155 
Yoshioka, H. 399 
Young, E. 911 

Young, E. P. 224 
Yudkoff, M. 919 


Zacchello, F. 395, 707 
Zasloff, M. A. 25 


Zeman, J. 320 
Zeviani, M. 456 
Zhang, Z. 171 


q 


J. Inher. Metab. Dis. 15 (1992) 949-952 


© SSIEM and Kluwer Academic Publishers. Printed in the Netherlands 


Subject Index to Volume 15 


acetoacetyl-CoA thiolase 815 
N-acetylaspartic acid 

in amniotic fluid 392 

urinary, measurement by isotope dilution 97 
a-N-acetylglucosaminidase 911 
N-acetylglutamate synthetase deficiency 395 
N-acetylneuraminic acid 47 
acid sphingomyelinase 155 
acyl-CoA dehydrogenase activity 

ferricenium hexafluorophosphate method not 

specific 727 

measurement 347 

medium-chain 171 

short-chain, in mice 353 
acycl-CoA oxidase 381 
Addison disease. 645 
adenylosuccinase deficiency 416 
adrenoleukodystrophy 68, 634 

dietary therapy 645 
adrenomyeloneuropathy 645 
L-alloisoleucine 

in isovaleric acidaemia 154 

in maple syrup urine disease 121 
allopurinol challenge test 

orotic acid and orotidine excretion in normal 

and urea cycle defects 707 

aminotransferases 869 
amnion membrane 25 
argininosuccinate lyase deficiency 285 
argininosuccinate synthetase deficiency 

treatment of 282 
arylsulphatase B deficiency 17 
aspartoacylase 

prenatal diagnosis using 392 
aspartylglycosaminuria 933 
AY9944 155 
azelaic (nonanedioic) and pimelic (heptanedioic) 

acids 

artefacts from storage in plastic tubes 220 


bifunctional enzyme 
peroxisomal 385 

biotinidsase deficiency 281 

blood brain barrier 578 

bone marrow transplantation 645, 821, 899, 
911, 919 

bovine f-mannosidosis 57 

brain cortical white matter defects 
magnetic resonance imaging, 

hyperphenylalaninaemia 687 


949 


brain maturation 
hyperphenylalaninemia, mouse 243 
branched chain 2-oxo-acid dehydrogenase 
complex 
genetic analysis 827 
branched-chain hydroxy acids 121 
branched-chain oxo acids 121 
Brody disease 423 


calcium homeostasis 592 
Canavan disease 97 
prenatal diagnosis 392 
carbamyl phosphatase synthetase deficiency 
treatment, prospeetive 269 
N-carbamylamino acids 413 
carbinolamine dehydratase deficiency 409 
carbohydrate deficient glycoproteins 857 
carbon-13 723 
cardiomyopathy 857 
carnitine 785 
carnitine palmitoyltransferase 1 785 
carotenaemia 929 
carriers, in X-linked disease 514 
cat mucolipidosis IV 17 
Ca**-ATPase deficiency 423 
cerebrotendinous xanthomatosis 
paediatric 374 
cholesterol 
biosynthesis 738 
esterification 289 
cholesteryl ester storage disease 291 
cholestyramine 291 
chondrodysplasia punctata 
atypical 377 
chorionic villi 224, 713, 738 
electron transport chain in 303 
chromosome rearrangement 539 
chronic granulomatous disease 683 
citrullinaemia 
treatment 158 
complex I deficiency 797, 943 
copper 161 
cystathionine synthase deficiency 419 
cytochrome b 683 
cytochrome c oxidase deficiency 84, 323, 696 
ATP formation 320 
cytochrome oxidase 943 
cytosolic protein kinase C 610 


D-loop 456 


| 
| 
| 
| 
y 
| 


950 


deoxyribonucleic acid 472 
dicarboxylic acids 785 
DIDMOAD syndrome 315 
dihydropyrimidines 413 
dihydroxyacetone phosphate acyltransferase 
deficiency 389 
disialotransferrin 857 
DNA 
duplication 487, 539 
mitochondrial 439, 456, 480, 487 
DNA analysis 
by chemical cleavage of mismatch 339 
denaturing gradient gel 426 
DNA binding proteins 456 
DNA concentrations 112 
DNA replication 439 
dogs, phosphofructokinase deficiency 747 
Down syndrome 112 
dysmyelination 121 
dystrophin 539, 551, 565 


Ela subunit 625 
Ehlers—Danlos syndrome 881 
Ehlers—Danlos type IV 
DNA in 426 
electron transfer flavoprotein 
linked measurement of acyl-CoA 
dehydrogenase 727 
electron transport chain 
prenatal diagnosis of disorders 303 
encephalomyopathies 
mitochondrial DNA in 311 
enzyme kinetics 
Statistics 431 
enzyme replacement 25 
erucic acid 645 
erythrocytes 747 


factor IX gene 339 
familial erythrophagocytic lymphohistiocytosis 
891 
fatty acids, very long chain 634, 645 
fatty alcohol:NAD oxidoreductase 105 
fatty aldehyde dehydrogenase 105 
feline mucopolysaccharidosis VI 17 
fibroblasts 
respiratory chain in 797 
fragile X syndrome 532 
fructose-1,6-diphosphatase deficiency 
hypoglycaemia after fructose loading not 
relieved by glucagon 720 
fructose-2,6-bisphosphate 747 


galactosaemia 940 
gene dosage 610 
gene mapping 161 
gene targeting 665 
genes 
mitochondrial 439, 448 
genetic complementation in mevalonic 
aciduria 738 


Subject Index to Volume 15 


germline mosaicism 68 
gluconeogenesis 353 
a-glucosidase 213 
B-glucuronidase 899 
glutamate metabolism 

in DIDMOAD syndrome 315 
glutaric aciduria type I 

bound glutaric acid in, 367 

carrier detection 733 
glutathione synthetase deficiency 937 
D-glyceric aciduria 942 
glycine in amniotic fluid 713 
glycogen storage disease 

type II 213 

type III 869 

type VI 723 
glycosaminoglycans 760 


haemofiltration 
in treatment of citrullinaemia 158 
heparin sulphate 760 
homocysteinaemia 419 
Hunter disease 181 
Hurler disease 224 
3B-hydroxy-A>-steroid hydrogenase deficiency 
bile acid biosynthetic defect 38 
3-hydroxyacyl-CoA dehydrogenase long chain 
356 
deficiency 278, 883 
3-hydroxydicarboxylic aciduria 278, 883 
o-hydroxy phenylacetate 136 
4-hydroxyphenylpyruvate oxidase deficiency 
861 
hyperammonaemia 578, 809 
neonatal 269 
transient in newborn 285 
hyperglycinaemia, non-ketotic 
prenatal diagnosis 713 
treatment 399 
hypermethioninaemia 
benign, dominant inheritance 188 
hyperphenylalaninaemia 402, 409 
in primapterinuria 405 
hypertyrosinemia, type II (cytosolic amino 
transferase deficiency) 
not linked to Richner—-Hanhart syndrome 
198 
hypocholesterolaemia 
lipoprotein and macrophage interactions in 
infantile Refsum disease 774 
hypophosphataemia 
X-linked, human, mouse 610 
hypophosphataemic rickets 
inheritance of 335 
hypoxanthine phosphoribosyltransferase 
deficiency 
in female 790 
in mouse 665 


iduronate 2-sulphatase cDNA probe 181 
immunodeficiency 514 


| 

: 

q 

| 

| 


Subject Index to Volume 15 


immunoglobulin 645 
imprinting 499 

insulin and diazoxide effects 145 
isoleucine 121 

isovaleric acidaemia 154 


Kearns-Sayre syndrome 487 
2-ketoadipic aciduria 279 
ketogenesis 353 
B-ketothiolase 815 


lactate 
formation by fibroblasts 320, 696 
lactic acidosis 625, 696, 809 
Leigh syndrome 625 
Lesch—Nyhan syndrome 665 
in female 790 
leucine 121, 145 
lipase deficiency 291 
lipid peroxidation 419 
liver 
perfusion 353 
lovastatin 291 
lysosomal storage disease 57, 899 


fb-mannosidosis 57 
maple syrup urine disease 

classical form 121 

mennonite, genetic analysis 181 

thiamine-responsive form 121 
Maroteaux—Lamy syndrome 17 
maternal hypertyrosinemia 

absence of fetal abnormality 198 
medium chain acyl-CoA dehydrogenase 


deficiency A985G and deletion in exon 11 


171 
MELAS _ 797, 803 
Menkes disease 157 
methionine adenosyltransferase 
hepatic 188 
2-methylacetoacetyl-CoA thiolase 
complementation analysis 359 
3-methylcrotonyl-CoA carboxylase 863 
3-methylglutaconic aciduria 363 
prenatal diagnosis 204 
3-methylglutaconyl CoA hydratase 
deficiency 363 
heterogeneity, allelic and locus 204 
methylmalonate 


effects on CO, production by rat brain 92 


methylmalonic aciduria 897 
treatment of 939 
mevalonate kinase deficiency 738 
mice 
spf-ash mutation 792 
transgenic 792 
Michaelis—Menten equation 
statistics and 431 
microdissection chromosomal 532 
mineral metabolic disorders 
molecular genetics of 592 


951 


mitochondria 448 
DNA 307, 311, 327, 439, 456, 472, 803 
encephalomyopathies, prenatal diagnosis of 
303 
in DIDMOAD syndrome 315 
multiple enzyme defects 809 
myopathy 84, 323, 331, 480 
tRNA-Leu'®) gene 803 
protein transport system 809 
RNA processing 439 
model hyperacidaemia, effects on rat brain 
neurofilaments 252 
model hyperphenylalaninaemia, 
hyperprolinaemia, methylmalonic acidaemia 
252 
molecular diagnosis 68 
molecular genetics 
of mineral metabolic disorders 592 
mouse 
X-chromosome 499 
mRNA concentrations 112 
mucopolysaccharidosis 
enzyme replacement 112 
typeI 224 
type II 181 
type IIB 911 
type IIID 760 
multiple endocrine neoplasia 
type | and type 2 592 
muscular dystrophy 539, 551, 565 
myelin turnover 
hyperphenylalaninaemia, HPH-5 mouse 243 


NADPH oxidase 683 

neopterin 891 

nephrotic syndrome 47 

neurofilament 252 

neutrophil 213, 683 

Niemann-Pick disease 919 
Niemann-—Pick disease type C 155, 289 
Niemann—Pick mouse 821 

non-ketotic hyperglycinaemia 399, 713 
nuclear magnetic resonance 723 


occipital syndrome in 
hyperphenylalaninaemia, optimally 
controlled 687 
oculocerebrorenal syndrome 526 
oleic acid 645 
oligosaccharides 57 
olivopontocerebellar atrophy 857 
ornithine carbamoyltransferase deficiency 578, 
792 
allopurinol challenge test 707 
oxidative defects 943 
2-oxoadipic aciduria 279 
5-oxoprolinuria 937 


paternal hypertyrosinemia and normal fertility 
198 


a 


pattern recognition abnormalities, in 
hyperphenylalaninaemia 687 
Pearson syndrome 307, 327 
periodic paralysis 
thyrotoxic 935 
peroxisome 
disorder 377, 389 
enzyme deficiency 385 
interactions with lipoproteins and 
macrophages 774 
B-oxidation 381, 385, 634 
phenylalanine acidic metabolites 136 
phenylacetate 136 
phenyllactate 136 
phenylpyruvate 136 
phosphate homeostasis 592 
phosphofructokinase deficiency 747 
phytanic acid accumulation 377 
pimelic and azelaic acids 
artefacts from storage in plastic tubes 220 
plasmalogens 
biosynthetic deficiency 377, 389 
plasmapheresis for phytanate accumulation 
377 
prenatal diagnosis 84, 157, 224, 713, 738 
primapterinuria 409 
primer specified restriction map modification 
181 
properdin deficiency 674 
pterin-4a-carbinolamine dehydratase deficiency 
405 
pterins 402 
7-substituted 405 
pyroglutamic aciduria 937 
pyruvate carboxylase deficiency 696 
pyruvate dehydrogenase complex deficiency 
331, 625, 696, 848 
genotype/phenotype correlation 835 
pyruvate dehydrogenase Ela deficiency 835 


renal function in Menkes disease 157 

renal phosphate transport 610 

replacement treatment with chenodeoxycholic 
acid effect on liver histology 38 

respiratory chain 84 

respiratory chain defects 448, 456 

retinol binding protein 929 

rhizomelic chondrodysplasia punctata 389, 931 

rickets/osteomalacia 610 

RNA concentrations in Down syndrome 112 


Sanfilippo syndrome type D 
animal model 760 
sarcolemma 565 


selenium 
dietary supplements 769 
in soil 769 


low concentrations in serum of treated 
PKU 769 
serotonin 891 
sex determination 518 


Subject Index to Volume 15 


sex reversal 514, 518 

short-chain acyl-CoA dehydrogenase deficiency 
in mice 353 

sialoglycoconjugates 47 


SIDS 171 
SjOgren—Larsson syndrome, heterozygosity 
105 


small for gestation age infant 75 
SRY gene 518 
storage 

artefacts from plastic tubes 220 
succinyl-CoA:acetoacetate transferase 371 
sudden child death 897 


testis determining factor 514, 518 
tetrahydrobiopterin deficiency 402 | 
thiamin responsive megaloblastic anaemia 231 

thiamin transport 


in erythrocyte ghosts 231 j 
thyrotoxicosis 935 


transcription 439 

transgenic mice 665 

translocation 539 

transport 145 

treatment 25 

tryptophan 578, 891 

Tyr — Asn 394 Ela subunit of branched chain 
a-keto acid dehydrogenase 181 

tyrosinaemia type III 861 


uridine diphosphate galactose, erythrocyte 4 
uridine diphosphate glucose 940 
erythrocyte 4 
urine 
pterin analysis in dried 402 


Wilson’s disease 161 
Wiskott—Aldrich syndrome 674 


X chromosome 848 
inactivation 499, 514, 625 
X-linked agammaglobulinaemia 674 
X-linked chronic granulomatous disease 674 
X-linked disorders 578, 835 
X-linked hyper IgM 674 
X-linked lymphoproliferative disease 674 
X-linked severe combined immunodeficiency 
674 
xanthinuria 881 
XX males 518 


Y-chromosome specific DNA 821 
yeast artificial chromosomes 526, 532 


valine 121 

very long chain fatty acids 381, 634, 645 
vitamin D metabolism 610 

Zellweger syndrome 75, 381, 634 


| 


